Gaucher disease occurs in three distinct forms classified according to the degree of neurological involvement: type I non-neuronopathic, adult type; type II acute neuronopathic, infantile type; and type III chronic neuronopathic, juvenile type.' These three types are considered to be caused by three different mutations at the ,B-glucocerebrosidase locus which are most probably allelic. l Type I is the most common of the three and we shall be concerned with this only.
Gaucher disease type I shows considerable clinical variability and has been divided into three clinical subtypes : (1) a severe form which begins early in childhood leading to severe clinical complications; (2) 
Results and discussion
The activity in leucocyte homogenates of 3- glucocerebrosidase in parents and children was determined in 25 families. Enzyme activity was in the heterozygote range in both parents in 23 of these families, while in the other two families one parent had very low enzyme activity and was clinically affected with Gaucher disease type I, and the other parent was a carrier (table 1) . Among the 23 families in which both parents were carriers, in 10 only one child was affected, in 11 families two children were affected, and in two families three children were affected (table 1, families a to m in the figure and appendix). In the 13 families in whom more than one child was affected, the clinical presentation as classified by subtypes was the same within each sibship (table 1) .
In two families (m and n) one of the parents was affected with type I disease. In family n all affected members had a mild disease, while in family m the daughter (III.6) had a 'severe' form and her mother (II.5) had a 'mild' disease.
A similar pattern was observed in families described in the published reports. The combined results of these and of the patients from our clinic are summarised in table 2. In probands whose parents were healthy carriers, the affected sib had a similar subtype of the disease. Only in the family described by Choy and Bouillon9 did the children show clinical variability, but the parents in this study were not examined. In families with one affected parent and the other a carrier, clinical variability was observed. The variability in Gaucher disease subtypes was either between the affected parent and the children or among the children. 
